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H cuoyxétion yovotumou-datvoturnou otnv NMoAvkuotikn Noco twv Nedpwv (MKN)
oupBaleL otnv poyvwon Kat otn AnPn Bepamevtikwy anopaocswv

2KOMNO2 TH2 MEAETH2
N OVIXVEUON TWV YEVETIKWV XOLPOLKTNPLOTLKWY KOl N CUOXETLON TOUG
LLE TIOPOLUETPOUC TTOU eMNPeAlouv TNV KALVLKA TTOPELOL TNC VOOOU O€
lLo peyaAn opada acbevwv




YAIKO & MEOOAO2

* Sanger Sequencing

* 163 aoBeveig pe MKN (81 * JTOXEUMEVN aAANAOUXNON EMOUEVNG
yuvailkec, 82 avipeg) VEVLAC

e Alapeon nAwkia dStayvwaonc l « Multiplex Ligation-Depended Probe
23 €tn, IQR: 14-34 Amplification

* MRI yLa tov ZuvoAlko Oyko Nedpwv (2ON)



AMNMOTEAE2ZMATA Figure 1: Variant Types
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KAwki AM\a Missense PKD1 ntapaAAayéc kat avaAvon
R V°"‘5‘°‘ gvatodnoiog

Méon nAwia 21(+12,0) 29 <0,001

G}QW‘”G"C (+15,15) ("-'14'07) % 2e19/28 000eveig ol VOUKAEOTLOIKEG aANOYEG
(€tn) EVTOTI{OVTOL OE CUYKEKPLUEVEG AELTOUPYLKEG
Méon nAwia 30 40 55 <0,001 TePLOXEG TOu yovidiov PKD1 (Plat domain, REJ
Siayvwongtng (+10,45)  (+9,40) (+16,46) domain, C-type lectin and PKD domain)
UTtEPTAONG

(€Tn) % META TOV ONMOKAELOMO QUTWY TWV AcBevwy, N
Méon nAwia 52 (+8,90) 65 58 <0,003 MKN otouq' aoeevs'th pne PKD1 'fruncajting ’
GUYYEVH 197 (+12,88)  (+10,60) T[apO’L)\)\aVEQ dlayvwoTtnke Ka’Ta 7,6 £Tn vwpitepa
BaBpoU o€ o€ ouyKkplon He Toug aoBeveig pe PKD1 non-

XNNTS truncating mapaAiayeg (p<0.02)



2YNOAIKOZ 'OrKOZ NE®PQN (ML) ZE PKD1

MAPAAAATE2
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0
frameshift nonsence splicing intronic

taon yia ueyaAvtepo ZON oe aoOeveic ue frameshift PKD1 napaAAayeEg,
p<0.001



2YMIMEPAZMA

PKD1 mapaAAayEg =
o HAwia dtayvwong
o YnEptaon

o Mpoodoc o XNNTZ otouC OCUYYEVELC TIP

&’ *PKD1 missense 2taxutepn eEEALEN vOooo

PKD1 frameshift 2ugnAotepoc SON
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